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Bumuii nep>xaBHui HaBUaJIbHUN 3aKiaa YKpaiHnu
«ByKOBHHCHKMI HepKaBHUN MEANYHUH yHIBEPCUTET
(m.YepHismi, YkpaiHa)

Pe3ome: Axonoponnazia — cnadkoee Mmonozenne 3aX80pPI0GANHA 3 2PYNU OCMEOXOHOPOOUCHAA3iU 3 Oepexmamu
mpybuacmux Kicmox ma axciaibHo2o cKeiemd, 01 AK020 XAPAKMepHO aymoCcOMHO-0OMIHAHMHUL TMUN YCNAOKYSAHHS
3 nosnot newempanmuicmio. Ilowupenicme 0anoeo 3axeoprosanns y ceimi ckaadae 0,4:10000, a 6 egponeticvkiu no-
nyaayii — 2:10000 nogonapoodicenux. Axonoponaazisy 99% eunaoxie ooymogaiena mymayicio G380R ecena FGFR3, axuil
PO3MAULO8AHUL HA KOPOMKOMY niedi yemeepmoi xpomocomu (nokyc 4pl16.3). Hatibinew uacmoio 3 mymayii € miceHc-
mymayis 6 eeni FGFR3, wo cynpo6ooicyemovcs 3aMiHOK0 2AIYUHy HA Ap2iHiH y OLIKY, AKull KOOYE peyenmop YuHHUKA
3pocmanns hibpobracmis, 8ionosioanrvHull 3a Npoighepayito Xpawie y cy2nooax 0082ux Kicmox.

Y cmammi npedcmasneno éracnuil GUnadox cnocmepedcents 3a OUMuHoI0 3 AXOHOPONLA3i€l0, AKULl 3aKIHUUBCS Te-
manoHUM 8UX000M. XIAONYUK HAPOOUBCA NepedydacHo Ha 35-My MudcHi eazimuocmi 3 macoio mina 2460 e, 008x4#cuHo0
mina — 36 cm. Ipu 308Hiwunbomy 0215201 y OumuHu 6usg1eHo genomuniuni o3naku axonoponaasii llappo. Cman xnonuu-
Ka Npu HAPOOACEHHT MA 8NPOOOBIC YCbO20 AHCUMMA PO3YIHEHO AK MAICKUL 30 PAXYHOK NPOAGIE CUHOPOMY NONIOP2aAHHOT
Hedocmamuocmi Ha mii 2inonnazii 1e2enie ma 2iopoyeanii 3 NOCMYN0B8OK 0EKOMNEHCAYIEI HCUMMEBO BANCIUBUX (DYHK-
yil, wo npuseeno 00 1emanbHo20 euxody y eiyi 1 micays 24 0i6. Ilpu npenamanbHOMy CKPUHIHZY Yy Mamepi 6CMAHOBIEHO
BHUICEHI PIBHI -XOPIOHIUH020 20HA0OMPONIHY 1H0OUHU Ha 1 0-Mmy mudichi éacimuocmi ma o-gpemonpomeiny — na 17 mudicni
6azimHocmi, npu yibmpaszeyKko6omy 00CAi0HNCeHH] 0ia2HOCMOBAHO MHOMCUHHI YPOOMCEHT 6a0U PO3ZBUMKY ONOPHO-PYX0801
cucmemu. Bazimua 6i0 nposedenns ineazugnozo oocmedceHus ma nepepusanis a2imuocmi Ha ycix emanax oo6cmedicen-
HS Ma KOHCYLIbMYBAHHA 8iOMo8unaci. Meduxko-eenemuune 00CAIONCEHHA OUMUHU He NPOBEOEHO V 38'A3KY 31 3HAYHOIO
MANCKICMIO nopyuiens 3azanviozo cmany. Q02080peno HeoOXiOHiCMb HAOAHHA HEOHAMANbHOI nariamuenoi donomoau
HOBOHAPOONHCEHUM OTMAM 3 KPUMUYHUMU YPOOICEHUMU 8A0AMU PO3BUMKY.

Kniwouoei cnoea: axonoponnasin Ilappo; ypooddiceni 6adu po3sumxy; 0noOpHO-PyX06a CUCIeMA, NAliamuena donomoza.

VYpomxkeni Baan po3ButKy (YBP) omopro-pyxoBoi
cucremu (OPC) o0’emgnaytors Oimbime 300 eriomorivHO,
MMATOTEHETUYHO Ta KITIHIYHO Pi3HUX HO30JIOTIYHUX (HOopM
ypaxeHb ckenety. Hactora YBP OPC y nmomynsiii HeBe-
JIMKa, IPOTe 11i 3aXBOPIOBAHHS MOXKYTh MaTh CEpHO3HUM
MPOTHO3 JUISl JKUTTS, 340POB'S Ta COLIAJIbHOT ajanTarii.
VYce 1e BH3HAYa€ BaXKIMBICTh NPEHATAIBHOI A1arHOCTHU-
KM Ta qudepeHIiaabHoi 1iarHOCTHKH KOHKPETHOTO BULY
BIIP OPC [1].

AXOHJpOTUIa3ist — CIaJKOBE MOHOTEHHE 3aXBOPIOBAH-
HSl, SIKE € OCTEOXOHIPOAUCILIA3IE0 3 Aehekramu TpyOuac-
THUX KICTOK Ta akcianbHOro ckenera (OMIM — 100800;
rpyna 1 3a INCGSD-2015). s Hei XapakTepHuil ayTo-
COMHO-ZIOMIHAHTHHUH THIT yCIIaJKyBaHHS 3 TIOBHOIO TTEHE-
TPAHTHICTIO. AXOH/POIUTA3isl 3yCTPiUaeThbes JUIIE y Te-
TEPO3UTOTHINA (POPMi, OCKIIBKM TOMO3UTOTHICTh 32 IIi€I0
03HaKkolo JietanbHa. 3a ganumu Orphanet Report, Rare
diseases (2016), mOMUPEHICTh JaHOTO 3aXBOPIOBAHHS y
citi ckianae 0,4:10 000, a B eBporeiichbKiid MOMyIsiii —
2:10 000 HoBOHapoOKEHUX [2,3].

AXOHIIpOTIIIa3ig € ONHIEI0 3 HAHOUTBII YacTUX (GopM
CKEJIETHO1 JIUCIIIA3ii, mpo sSKe BiJOMO JIEKUTbKa TUCSY PO-
KiB rmocmise. Tepmin "axoHaporuiasis” yrepiie OyB BUKO-
pucranuit y 1878 p. dpanyspkum sikapem M.J. Parrot
IIPY OMKCI NALi€HTIB 13 XapaKTePHUMHU KITIHIYHUMH O3Ha-
KaMU: HU3BKUH PICT, BEIWKHHA Yeper, MOTWIUI 1 7100,
0 BUCTYNAIOTh, CIIUIOBHAHWI Hic, TiMmorIasis cepen-
HBOT YaCTHHH OOTHYYsI, yKOPOUCHHS KiHIIIBOK 32 PaXyHOK
CTErHOBOTO 1 MJIEYOBOT0 cerMeHTiB [1].

Axonzporuiazist y 99% BumnazikiB oOyMOBIIEHa MyTa-
niero G380R rena FGFR3, sikuii po3ramoBaHuii Ha Ko-
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poTKoMy Tuiedi uerBeproi Xpomocomu (J1okyc 4pl6.3).
Hafi6inpir 9acToro 3 MyTaIiif € MiCeHC-MyTalis B TeHi
FGFR3, 1o cynpoBomKy€eThCsl 3aMiHOO TTIIHWHY Ha ap-
TiHIH y OUIKY, SIKMH KOIy€ pelenTop YMHHUKA 3POCTaHHS
(ibpobiacTiB, BIAMOBITANBHUN 3a mpoitidepario Xpsi-
B y cynio0ax JoBrux Kictok. I'yanin y mosumii 1138
B reHi FGFR3 € ogHuM 3 HykiieoTH[iB, SKMH HaHOLIBII
4acToO MYTYE cepell yCiX iIeHTHU(IKOBAaHUX T'CHIB JIIOIU-
HU. MyTamis mporo HyKJICOTHIY 3YCTPIdaeThCS Maiike
y 100% BumazaxiB axongporuasii. biamssko 80% Bumnan-
KiB € HacliakoM MyTarii de novo. BBaxaeThcsl, 1110 HOBI
myTauii ryaniny B 1138 nonoxenni rena FGFR3 Bin0Oy-
BAIOTHCSl BUKJIIOYHO y OAaThbKIBCHKHX CTAaTeBHUX KIITHHAX,
a 1X gacroTa 30UTBIIYETHCS 3 BikoM 0aThka (>35 pokiB).
BryTpimmHbp0yTpoOHa 3aTPHMKa PO3BUTKY KICTOK ILIOZA,
[0 BUKJIHMKAETHCA MYTALI€l0 JaHOTO I'€Ha, NPHU3BOAUTH
JI0 3HIDKEHHS Tposidepaltii Ta 3pocTaHHs XpsIIOBOT TKa-
HHUHH, Mikpouedaiii, BKOPOUYEHHS JOBIHX TpyOuacTux
KICTOK, 1110 HaWOUIBII BUPA)KEHE B CTETHOBOMY CETMEHTI
HIDKHIX KIHITIBOK [4-6].

ITaTorene3 axoHapomaszii  peami3yeTbcs  depes
FGFR3 tpancmemMOpaHHUI penenTop THPO3WHKIHA3H,
o 38's3yerhest 3 FGE. 3B'i30k FGF 3 mozaksiiTuHHONO
ninstHkoro FGFR3 akTuBizye BHYTPIIIHBOKIITHHHUH 10-
MEH peLenTopa i 3amycKae CHUTHAIBHY IIOCIHIJIOBHICTb.
[os's13ani 3 axonaporasiero myTamii FGFR3 — me myra-
ii mocuneHHs QYHKII, 0 BUKIUKAIOTH JITaHIHE3aIeK-
Hy aktuBanito 0inka FGFR3. Taka mocriliHa akTUBi3aIis
6inka FGFR3 HenpaBuiibHO rasnbmye npodidepariito XoH-
JPOLIUTIB B POCTOBIH INIACTUHIII Ta TIPU3BOIUTH JI0 BKOPO-
YEeHHS JIOBI'MX TPYO4acTHX KiCTOK, a TAKOK aHOMAJILHOTO
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(dopMyBaHHS IHIINX KICTOK. BpakaioTbest jnIIe KiCTKH,
10 POCTYTh 32 EHXOAPAIBHUM THIIOM: TpyOUacTi KiCTKH,
KICTKHM OCHOBH 4epemna Ta iH. KicTku ckiemiHHS depena,
1110 (POPMYIOTHCS 31 CIIONYYHOT TKAaHWHH, TOCATal0Th HOP-
MaJIbHOTO PO3MIpy, 10 MPU3BOIUTH 0 HEBIAMOBIAHOCTI
MPOMOPIIIA MiX TOJOBOO 1 TiJIOM, a TAKOXK CTa€ MPHUYH-
HOIO XapakTepHoi 3Minn (Gopmu geperna. OcodnuBuii (e-
HOTHI BUIJISE TAKAX XBOPUX BXKE MPH HAPOIKEHHI [4-6].

Y HOBOHAPODKEHUX TPH aXOHAPOIUIasii BiAMIYAIOTH
pH30MelTiuHe BKOPOYEHHS PYK 1 HIT, MOPIBHSHO JIOBIHH 1
BY3bKHI TylyO, KUCTI pyK y ¢opmi Tpu3yda, Makporieda-
JIIO 3 TINOILIA3IEI0 CEPEAHBOT TPETHHH OOINYYSI Ta YOJIOM,
110 BUCTyMaE. JJOBKUHA TijIa y MeKax HIDKHBOI MEXi HOp-
MH a00 JeMI0 HIHKYE BiJl HOPMU. 3 BIKOM PIiCT TaKUX JiTEH
MIPOTPECUBHO BiJCTAE BiJl HOPMAIBFHIX BeIW4rH [7,8].

[TocTHaTanbHUMN NPOTHO3 Y TAKUX HOBOHAPOIKEHUX Y
TepIly Yepry BU3HAYa€ThCs CTYIICHEM TiIOIUIa3il JIereHiB.
CriocTepiraroTbesi pelyIMBYI0Yi Ta XPOHIYHI 3araJIbHi 3a-
XBOPIOBAHHS IMXAIBHUX IIISXIB, aITHOE 00CTPYKTHBHOTO
xapakTepy. Y Tali€HTiB 3 aXOHIPOIUIa3i€r0 YacTilIe CIo-
CTepIraroThCs HEBPOJIOTIUHI Ta JIETEHEeBl YCKIaJHeHHA. Y
O1ITBIIOCTI BiI3HAYAETHCS 3aTPUMKA MOTOPHOTO PO3BUTKY,
BUKJIMKAaHA [TOE€JHAHHAM M's130BO1 TIIOTOHIT 3 TiEpPyXJIU-
BICTIO CyIJIO0iB, IPUYOMY, JIKTHOBI CYIII00M OOMEXEH1 y
pO3rHHaHHI Ta 00epTaHHI, MEXaHIYHUMH yTPYAHCHHIMHI
IIPU YTPUMAaHHI TOJIOBH JIEIIO BEJIMKUX po3MipiB. Hespo-
JIOTiYHI yCKJIaJIHEHHS] BUHUKAIOTh Y 3B'S3KY 31 CTEHO30M
BEJIMKOTO TOTHJIMYHOTO OTBOPY Ta CIIMHAJIBHOTO KaHAIY.
MoyKIIUBI TTOpPYIICHHS CIyXYy, Tigpouedantis, amHOe LeH-
TPaJIBHOTO TeHE3y, apanapes Ta Terparuieris. [1pu Bupa-
JKEHOMY CTEHO31 BEJIMKOTO MOTHIMYHOTO OTBOPY 31 CTHC-
HEHHSM CTOBOYypa MO3KY MOXIIHMBI JICTAJIbHI BUMAIKH HA
nepmomy porti xurts [1,9,10].

BukopucTaHHs Cy4acHHX alrOpPUTMIB MPEHATaIbHOI
niarHoctuky n03Bojsac Bussutd YBP OPC me no Ha-
POJKEHHSI JMTHHU, Ha erami I BHYTPILIHBOYTPOOHOTO
PO3BUTKY. BBaxkaeThcs, 110 NMpeHaTanbHa yIbTPa3ByKoBa
nmiarHoctrnka YBP OPC moknuBa He panime 22 TIKHS
BariTHOCTI, TPOTE JeSAKi 3MiHM CKeJIeTa MOYKHA 3aITi103pH-
TH Ha O1BIN paHHIX TepMmiHax [11].

XapakTepHi yJAbTPa3BYKOBI O3HAKM axOHJpOILIA-
3ii: Makpouedainist y NmoejHaHHI 3 TiNEpPTEJIOPU3MOM Ta
Makpo(TasbMOM; BHCOKAa HXOTCHHICTh KICTOK Yeperna;
YOJIO Ta MOTHJIHUIS, MIO BUCTYIAIOTh; CIIUIOBHIHE Iepe-
HicCsl, MIKPOMETisi, 3a3BUYaid, 32 PU3OMETIYHUM THIIOM;
CHUMETpPUYHE BKOPOYEHHS 3 Bi3yaJbHUM IOTOBIICHHSIM
TpyOuacTUX KICTOK; MONEPEKOBHU JIOP/03, PO3LIMPEHHS
JIOMOAIbHOTO BTy CIIMHHOMO3KOBOI'O KaHAJy; KHCTh
y dopmi Tpuzy6a; 6paxmaaxris [12,13].

Judepenmiitny miarHocTHKy axoHzapormasii [lappo
HEOOXiTHO TIPOBOIUTH 3 aXOHPOTEHE30M Ta TaHATO(OP-
HOIO JHCIUIa3i€r0. BakmuBUM KpHUTEpieM ISl MiATBEP-
JOKCHHSI aXOHIPOTCHE3y € 3HIDKCHHsS a00 BiJCYTHICTh
occudikanii KiCTOK uepena Ta TiJl XpeOlliB, a TAKOX BUpa-
JKeHa MIKpoMenis Ta 3HadyHe OaratoBoans. TanatodopHa
JCIUTA3is, SIK 1 aXOHIPOIUIA3is, CyIPOBOIKYETHCS aHO-
MaJIbHOIO ()OPMOIO TOJOBH 3 BUCTYHAIOYHM JIOOOM, aje
3aBXK/IM XapaKTepPH3y€EThCS PI3KMM BKOPOYEHHSM TpPYO-
YacTHX KICTOK 3 BUKPHBJIGHHSM CTETHOBOI KICTKH Yy BH-
sl «TeneOHHOI CIlyXaBKW» Ta Pi3KO BHpPaKeHUM Oa-
ratoBoaasM [9,14].

VY crarTi mpeACTaBIeHO BIACHWH BUIAJOK CIIOCTEpe-
JKEHHS 32 IUTHHOIO 3 aXOHAPOIUIA3i€l0, KU 3aKiHIUBCS
JIeTaIbHUM BUXOJIOM.

HoBonapokena nmutuna T. Bix I Gakanol rutaHoBa-
HOT BariTHOCTI, sika nepediraia Ha T/ 0araToBOIIs; THIl-

HOTO OTHTY Y Marepi, POOIIEpOBAHOTO Ha 7-My THIKHI Ba-
ritHOCTI; Il mormoriB, Ha 35-My THXKHI BariTHOCTI IUTIXOM
KeCcapChKOT0 PO3THHY Ha TIIi JUCTPECY IUIOJA, IO 3arpo-
JKyBaB MOI0 KUTTIO.

barbku nuTHHU y 3apeecTpoBaHoMy LUIO0I. Martepi
26 poKiB, OCBITa CepeHs-CIIeIiajbHa, MAWCTEP MAHIKIOPY.
IkiumBi 3BHYKK 3arepedye. AKyIIepchKO-TTHEKOIOT Y-
HUI aHaMHEe3: MEeHCTpyaril — 3 13 pokiB, HeperyssIpHi, 1Mo
7 nHiB; cTaTeBe XKUTTA — 3 16 pokiB. Y 17 pokiB BUABICHO
Ta MPOJIIKOBAHO KICTy sieyHMKA. JIUTHHA BiJ| repIoi Barir-
HOCTI, sIKa Hapomuiacs y Billi Marepi 23 poku, 3710poBa.
Maru HopMaiTbHOT cTatypH, 3pict 160 cm, Ha HmiKipi Tyiyoa
BUCHIIaHHS Y BUIJISII elleMeHTiB (hoToepmarosy. barbkosi
34 poku, ocBiTa BuIIa, BifickkoBuit. [lamuts. OO’ €KTHBHO:
HOPMAJBHOI CcTaTypH, 3picT 175 cMm. CriaakoBicTh 110 JTiHiT
Mmarepi Ta Oarbka Ha 3axBoproBanHsi OPC He 00TshkeHa.

Pesynpratu gociipkeHHs 010XiMIYHHX MapKepiB BpoO-
JOKEHOT Ta CIaJIKOBOI TaTOJIOT1] y CHpOBATI KPOBi MaTepi
Ha 10-My THXKHI BariTHOCTI CBIAYMIH ITPO (i3ionoriaHmi
piBerp PAPP-A — mnanenTapHoro 6inmka A, acoriiioBaHo-
ro 3 BariTHiCTIO, (0,6 MoM) Ta 3HMmWKeHwi piBeHs B-XIJI —
B-xopioniynoro ronagorpomniny Jioguau (0,4 MoM). Ha
17-My TWXXHI BariTHOCTI BCTaHOBJICHO HHU3bKWIl pPiBEHb
A®II — a-peronporeiny (0,6874 MoM) ta XI'JI — xopi-
oHiyHOTO ToHanoTporiny monuau (0,3995 MoM). Ilpn
MpoBeNeH] yapTpa3BykoBoro pocmimkeHHs (Y3I1) crany
ona Ha 16-My TFDKHI BariTHOCTI 3amiT03peHi MHOKHHHI
YBP OPC, na 22-my TrxHi Ta 27-28 THXHSIX BariTHOCTI
BCTAHOBJICHO axoHmporeHe3 Il Tumy, moMipHa Kapaiome-
rajis, TilepexoreHH! BKJIIOYEHHs Yy JIBOMY LUIYHOUKY.
BariTHa Bing TpoOBeICHHS IHBa3UBHOTO OOCTEXKEHHS Ta
TIepepUBaHHs BAaTiTHOCTI HAa YCiX eTamax OOCTe)KCHHS Ta
KOHCYJIBTYBAaHHS BIJMOBHJIACS.

Jutnna Hapommiacs mependyacHo, Ha 35-My THXKHI
BariTHocTi. Maca Tijla TUTHHU MPU HAPODKEHHI CKajia
2460 1, noBxuHA Tida — 36 ¢cM, 00BiA rojaoBu — 37,5 cM,
00Big rpyaHOT KIIITKH — 28 cM. OIliHKa 32 MIKaJIo Anrap
HAIPUKIHII TEPIIoi XBUJIMHU JKUTTA CKiana 4 Oamu, Ha-
MPUKIHII IT'ATOI XBUIWHU XUTTA — 6 OamiB. [IpoBeneno
KOMIIJIEKC peaHiMaliiHuX 3aXOMiB, Y TOMY YHCII, IITY4-
Ha BeHTwsiList siereHiB (ILIBJI) 3a momomororo macku Ta
Milka AMOy 3 MOAaJIbIIMM ITPOBEACHHIM 1HTYyOawil Tpa-
xei, ILIBJI uepes inTyOaniitny TpyoKy.

CraH IUTWHHU TIPH HAPOUKEHHI, TOCTYIUICHHI/BHXO-
JOKyBaHHI y BIIIUJICHHI IHTEHCHBHOI Tepamii HOBOHapoO-
JUKEHUX TI0JIOTOBOTO OYAMHKY PO3LIHEHO SIK TSHKKUH 3a
pPaxyHOK MpOSIBIB OCHOBHOTO 3aXBOPIOBaHHS (MHOXHHHI
YBP: axonaporuasis, 30BHIIIHS rifpouedartis, rinomiasis
JIETEHIB) 3 PO3BUTKOM CHHJIPOMY IOJIOPraHHOI HeJoCTar-
HOCTI 3 Ypa)KCHHSIM JINXAJIbHOI CHCTEMH (ANXaJIbHA HEIO-
crarHicTs Il cTymeHs TsHKKOCTI Ha To1 BPOPKEHO] TiMoruia-
3ii JIereHiB), HEPBOBOI CHCTEMH (CHHIPOMH MPUTHIYCHHS
Ta BEreTo-BiCUEPAJIbHUX PO3NaNiB Ha (HOHI 30BHIIIHBOT
rigponedantii), 3SHUKEHOI TOIEPAHTHOCTI 10 TXKi.

DeHOTHIT TUTHHM: TIOPYIICHHS TPOTOPIIN Tisla; Yoo
BHUITMHAE, MO3KOBA YacTHHA 4eperna 301IbIIeHa, TIOTHINIHI
Ta TIM'sTHI TOpOM BUIMMHAIOTH; 04 ITUPOKO PO3CTABIICHI, TIIH-
00KO B OpOiTax, emKaHT; HiC IIACKUH, IEPEHICCs CiUIoNo-
JIiOHE, 3 IIMPOKOIO BEPXHBOIO YACTUHOIO; TIPOTHATIST; BUCOKE
11 1HEO1HHS, SI3UK IIMPOKUIT KOPOTKHMIA; BEPXHI Ta HIKHI KiH-
IIBKM PIBHOMIPHO BKOPOYEHI 32 PaxyHOK IPOKCHMAaJIbHHX
CETMEHTIB (CTETOH 1 TuIeyeil); BepXHi KIHIIIBKH — JI0 ITyTIKa;
CTOIIM IIMPOKi Ta KOPOTKi; TOJOHI IHUPOKi, ¥ POopMi TpU3y-
0a, 11-V masIi KOpoTKi, Cepe/THiii Mmayierp 1 Mi3HHEIb ITPakK-
TWYHO OJHAKOBOI JOBKMHU, MK HMMHM 3Ha4Ha BifCTaHb, |
TaJIelpb IOBIIMH 32 1HII; Ha KIHI[IBKax KHUPOBI MOIYILIKH Ta
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IIKIPHI CKJIa/IKH; TYJIyO0 HOpPMaJbHOI MOJOBXKEHOI (hopmu;
TpyIHA KJTTKa AEII0 aCHMETPHYHA; KPUITOPXi3M (puc. 1-3).

Ilig Yac BUXO/KYBaHHS y BIAMUICHHI IHTCHCHBHOL
Teparii HOBOHAPO/DKEHHUX ITOJIOTOBOIO OYIMHKY JIMTHHI
HaJlaHa KBaJiQikaliifHa JomoMora 3 JTOTPHUMAaHHSIM YCiX
BUMOI HaJaHHJ HEOHATOJOIIYHOI IOIOMOI'M HOBOHA-
POMKEHUM JITAM 3TiAHO MiI0YMX MIDKHAPOIHWX, HAIliO-
HAJIHUX Ta JIOKAIbHUX KJIIHIYHUX MPOTOKOMIB. JuTHHA
BUXOJDKYBaJIacsl B yMOBaX BiJKPHUTOI peaHIMaliiHOI cuc-
TEMH, MPOBOJMIIACS IHBa3WBHA TPUTCPHA BEHTWJISALIMHA
MiATpUMKa, KOMIUIEKCHA iH(Y3iliHa Tepariisi Ta napeH-
TepajbHE >KUBJICHHS, AHTHUOIOTHKOTpAIis, MiHIMaIbHE
TpoigHe KUBICHHS 3I[I/DKCHUM TPYIHHM MOJIOKOM. J[o
BUXO/KYBaHHSI JMTHHHU TOCTIHO 3aiydanacs maru. Ha
10-Ty 100y XUTTS OUTHHA TPAHCIIOPTOBaHA Ta TOCIITa-
Ji30BaHa y BiJUIUICHHS peaHimallii Ta iIHTeHCHBHOI Tepartii
HOBOHAPOIDKCHHUX NUTSIYO0I KIHIYHOI JiKapHi, I MPOIO0-
BKEHO aJIeKBaTHE JIIKYBaHHS Ta MPOBEACHO JOIAaTKOBE
00CTe)KeHHS Ta KOHCYIFTYBaHHS mamieHTa. CTaH IUTHHH
3a BeCh MepioJ] BUXOKYBAHHS y peaHiMaliiHOMy BifIi-
JICHHI 3aJIMIIABCS BAXKKUM 3 MOCTYIIOBOIO JCKOMIICHCAITI-
€10 )KUTTEBO BXIMBUX (DYHKIIIH, HE3BAXKAIOUU HA MTPOBE-
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JIcHe KOMIUTCKCHE JTiKyBaHHs. Y Bimi 1 micsms Ta 24 nmi6
KOHCTaTOBAHO CMEPTh AUTHHU. 32 HAOJIATaHHSIM OaThKiB
[aTOJIOrOAHATOMIYHHI PO3TUH AUTHHH HE IIPOBOJHBCSL.

VY BijiiieHHSX IHTEHCHBHOT Tepartii HOBOHAPOPKEHUX
TIOJIOTOBOTO OY/IMHKY Ta JUTSIYOT JIiIKapHI IPOBEACHO I10-
BHUH KIJIIHIKO-Ta00paTOpHUII MOHITOPUHT (3arajbHi aHa-
JI3W KPOBI Ta cedi, po3ropHyTi 0i0XiMivHI aHAJI3M KPOBi
Ta cedi, OakTepiaidbHiI 3aCiBH OIONOTIYHUX CEPEIOBHII
MIpH MOCTYIUICHHI Ta y TUHAMIII), IHCTPyMEHTAIbHI 00-
crexeHHst (exokapaiorpadis, Y3/ BHyTpilIHIX OpraHiB
Ta TOJIOBHOTO MO3KY, pEHTreHorpadisi, elexkTpokap/io-
rpadist), omIs By3bKUMH ClieliaigicTaMt (JiKapeM-reHe-
THUKOM, HEBPOJIOTOM, HEHpOXipyprom, ITyJIbMOHOJIOTOM,
OKYITICTOM).

Pesynpratn pentreHorpadii CKeneTy: AUCIPOIOPIIis
MIK MO3KOBOIO Ta JINIIEBOIO YACTUHOIO Yepena, 3BYKCHHS
MOTHJIMYHOTO OTBOPY; BKOPOUYEHHSI Ta MOTOBIIEHHS METa-
(i3iB OBrux TpyO4acTHX KiCTOK, PO3TOPHYTI KpHJIa KiIy-
0OBOi KICTKH, CIUIONICHHS BEPTIIOKHOI 3arajJnHM; CKO-
703 TPYIHOTO Bimmimy XpeOTa; 3BY)KEHHS BIZCTaHI MiX
KOPiHHAMHU JY>KOK TTOTIEPEKOBUX XPeOIiB, IO 3pOCTa€E y
KaylaJbHOMY HampsMKy. 3MiH ocuikamii yepena Ta Tin
XpeOIiB HEe BUSIBICHO.

Ha omsiioBiii peHTreHorpami opratis IpyJHOI KIITKH
y IpsMiii Ipoekmii BUSBICHO 00’ €MHE 3MEHIICHHST 000X
JIeTeHb, IOCHJICHHS JISTCHEBOTO MAIFOHKY 3 MHO)KHHHUMH
BOTHHIIEBUMU TiHAMH (KiCTH) B 000X JIETEHEBHX TIOJISX,
BiZICYTHICTB qudepeHIianii Kymnony niagparmu, 3MirieH-
Hl BJIIBO CEPEIOCTIHHS Ta TiHi cepus. [Ipu peHTrenomnoriv-
HOMY OIISIJI OpTaHiB YepeBHOT IIOPOKHUHH BCTAHOBJIEHO
30UTBIICHHS TiHI MMEYiHKA. 3aKITIOYCHHS: aXOHAPOILIasis,
nedopMalis TPYIHOI KITITKH, TIIOTIIasis JIereHiB.

Pesynpratn exokapziorpadii: BiAKpUTHIA OBaIbHHNA
OTBIp, TINEPEXOTeHH] BKIIIOUEHHSI Ha TAMUIIPHOMY M 5131
JIBOTO IUTYHOYKA; HEHpocoHOTpadii: 03HAKH BPOMIIKEHOT
3Mimanoi rigporedarnii, Audy3HOro MOCUJICHHS MIUTb-
HOCTI NapeHXIMH TOJIOBHOTO MO3KY.

JutnHa oOcTekeHa XipyproM (IaHHUX 3a TOCTPY Xipyp-
TiYHY TIaTOJIOTIIO HE BUSBICHO), HEBPOJIOTOM (MHOXKHHHI
VYBP: ypomxkena Baja pO3BUTKY LEHTPaJIbHOI HEPBOBOL
CHCTEMHU: Tijiporedaltis; axoHIporuiasisy; acgikcis npu Ha-
POMKEHHI; TIIIOKCUYHO-IIIIEMIYHE YIITKODKECHHS [ICHTPAIb-
HOI HEPBOBOI CHCTEMH, TOCTPUH TEpioj, CHHIPOM Bere-
TO-BiCIIEpATBHUX PO3JAiB); HEUPOXipyproM (MHOKHHHI
VYBP: 30BHimHS Tigpouedatis; TIimomasis JIETeHiB; axoH-
JIporeHe3), OKyIIiCTOM (BUANMOT NATOJIOTIT HE BUSIBIICHO).

JluTHHa KOHCYJIETOBaHA JIIKAPEM-TEHETHKOM, SIKHM 3a-
mino3peHo axouaporuasito [lappo, mo HeoOXiaHO audepeH-
IIIOBATH 3 TAHATO(OPHOIO JTUCIIIA3IEI0 Ta aXOH IPOTCHE30M.

MoJekynspHO-TeHEeTHYHE OOCTEXKSHHS Ul BHSIB-
neras myTamii G380R rera FGFR3 ne mpoBoamnocs y
3B'A3Ky 3 KPUTHYHHM CTaHOM IUTHHU Ta BiJICYTHICTIO
MOXKJIMBOCTI TPaHCIOPTYBaHHSI JI0 HAIIOHAJIBHUX MEJH-
KO-TeHETHYHUX IIEHTPIB.

BpaxoByroun pesynbraTH KJIiHIYHOTO Ta Jraboparop-
HO-IHCTPYMEHTAIIFHOTO 00CTe)XeHHS (IIPU BiACYTHOCTI
MOXKJIMBOCTI  IPOBEACHHS  MOJICKYJISPHO-TEHETHYHOTO
00CTEIKCHHS) TUTHHI BCTAHOBJIICHO OCHOBHHM KJIIHIYHUIA
JIIarHO3: aHTCHATAJIbHE YPaKCHHS TU10/1a: MHOKUHHI Y BP
(axonaporiazist [lappo, rigpouedanis, rinoriasis jere-
HIB Ta TPYAHOI KIIITKM); YCKJIQJIHEHHS! OCHOBHOTO J[iarHO-
3y: CHHAPOM TIOJIIOPTaHHOI HEMOCTATHOCTI 3 YPaXCHHAM
JUXAIBbHOI CHcTeMU (nuxanbHa HemocTatHICTh 111 cTyme-
HST), CEPIIEBO-CYAMHHOI CHCTEMH (CEpIIeBO-CYTUHHA HEI0-
CTaTHICTh), HEPBOBOI CUCTEMH (CHHAPOM TPHUTHIYCHHS),
CCUOBHILTBHOT CUCTEMU (CUHAPOM OJIITOaHYPii), IITYHKO-
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BO-KHIITKOBOTO TPAKTy (3HIKEHA TOJEPAHTHICTH 10 TXKi),
CHCTEMH KpOBi (TeMOpariqYHuii Ta aHEMIYHUH CHHAPOMH);
CYITyTHI{ [iarHO3: HEJOHOMICHICTh 35 THKHIB, TIOCTKOH-
LENTyaJbHU Bik 42-43 THKHI.

[Tpu 0OroBOpeHHI MpPEACTaBICHOTO KJIIHIYHOTO BH-
najgKy HeoOXiJIHO aKIEHTYyBaTH yBary Ha MEIUKO-€THY-
HUX Npo0eMax, sIKi CyIpoBOUKYBAJIM BEICHHS BariTHOC-
Ti, HAPOJDKEHHSI T4 BUXO/PKYBAaHHS JUTHHHU 3 KPUTHYHO
TSOKKOIO (pOPMOIO TEHETHYHOTO 3axBoproBaHH:. JlaHmit
MAIieHT BIJMIJICHHS IHTCHCHBHOI Teparlii HOBOHAPOKE-
HUX Ta Horo cim'st morpedyBaja MPOBEACHHS CKJIaJHOTO
KOMIIJIEKCY HeoHarasibHOI namiatneHOi gonomoru (IT]T),
sKa TPYHTY€ThCs Ha 3acajax remiarpuynoi [1/1, ane mae
BKJIIOYATH B ceOe 1 mepruHaTalbHy CKJIJIOBY. Y BHIIAIKaxX
BCTAHOBJICHHSI y IIOZA [iarHo3y, IIPU SKOMY HapO/KEHa
JUTHHA Oy/e HOKUTTE3AATHOK ab0 Oyae MaTH 3HaYHI 0-
PYILEHHS XXUTTEBOBXKIMBUX (YHKIIIH, CIIi/1 pO3MIOYNHATH
MICUXOJIOTTYHY POOOTY 3 *KIHKOI/OaTbKaMK Ta iX pOAWH-
HUM CEPEIOBUILEM, Y TOMY YHCII, JOBOIUTH iH(OPMAIIIFO
PO MOXJIHBICTE oTpuMaHHs autuHO0 I1J[. OcobmmBoi
TICUXOJIOTIYHOI Ta COIiaNbHOI MATPUMKH Taki ciM' To-
TpeOyIOTh TiJ Yac IOJIOTIB, KOJH PEKOMCHIOBAHUM €

JNlitepaTypa

MIPUCYTHICTH Ta CHIBIIPALS 3 ICHXOJIOroM a0 MEANYHUM
TIEPCOHAJIOM, SIKUI MPOWIIIOB HaBYAHHS 3 MCHXOJIOTIYHOT
MATPUMKH Takux porwH. Hananns I1]] 6e3mocepennbo
HOBOHAPODKCHIM TUTHHI Mae OyTH OOTOBOPEHO IIE [0
HApO/DKEHHSI 3 3aJyYeHHSIM MYJIBTHIUCHUILTIHAPHOI KO-
MaHIM (axiBIiB 32 y4acTio MailOyTHIX OaTbKiB 3 BU3HA-
yeHHsM Micus KiHist xutTa (end of life) aurunn. I y
MOCTHATAJIFHOMY TEpiofi CHpsiMOBaHA Ha 3a0e3MeUeHHS
JONIISAY 3a IKIPOIO, TOAYBaHHS, MiITPUMKY TEMIIEpaTyp-
HOTO PEXHUMY, TOJIETIICHHsI 0010, ToIo. HeoOXiaHuM €
MICUXOJIOTIYHA MiATPUMKa OAThKIB il Yac MPOBCACHHS
I1J1 Ta miciist cMepTi JUTHHH, CHPUSIHHS KOHTAKTIB CIMeH 3
IHIIMMU OaThKaMH, SIKi BTPATIIIN CBOIX MaroKiB [15,16].
Buine HaBeneHe 3yMOBIIO€ HEOOXIJHICTh BIPOBAKECHHS
B TPAKTHKY YKPAlHCHKHX BiJiJICHh IHTCHCUBHOI Teparrii
HOBOHAPOJPKEHUX MIKHAPOAHUX TpoTokoiB 3 [1/] Ta mpo-
BEJICHHS CIIeliaJbHOI IirOTOBKM MDKIHCIUITTIHAPHOT
KoMaHau (axiBLiB (IICHXOJIOriB, HEOHATOJOTIB, HEOHa-
TAIBHUX MEIMYHUX CecTep), 10 HaJacTh 3MOTY 3MEHIIIHU-
TH CTPaKAAaHHS HOBOHAPOKEHUX IITEH 3 KPUTHIHUMHU
BaJlaMU PO3BUTKY, NOJETIINTH BITUyTTs «O0I0» y 6aTh-
KiB/CIM', BMEHIINTH EKOHOMIYHI BUTPATH JACPIKABH.
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reHHoe 3a00JIeBaHUe U3 IPYIIIBI OCTEOXOHIPOANCILIA3U I
¢ nedexkramMu TpyOIaCThIX KOCTEH U aKCHAIBHOTO CKelie-
Ta, 711 KOTOPOTo XapaKTepHO ayTOCOMHO-JOMUHAHTHBIH
THI HacleJOBaHUS C TOJIHOW NeHeTPaHTHOCThIO. Pa-
CIPOCTPAaHEHHE TaHHOTO 3a00JeBaHUS B MHUpPE COCTaB-
nser 0,4:10000, a B eBponeiickoi momynsiuuu — 2:10000
HOBOPOXIEHHBIX. AXoHIpormnazus B 99% ciydas o0yc-
nosnena mytanueid G380R rena FGFR3, koropsrit pac-
MOJIOKEH Ha KOPOTKOM IJIe4e YEPTBEPTOH XPOMOCOMBI
(mokyc 4p16.3). HamubGomnee wacToit myTramueil sBIsIET-
cst mucenc-mytanua B rene FGFR3, uto compoBoxna-
eTcsl 3aMEHOH TJIMIMHA HAa apruHUH B O€NKe, KOTOPBIH
KonupyeT perentop Qakropa pocra ¢GuOpobIACTOB,
OTBETCTBEHHOTO 3a Mpoiaudepanuio xpsma B cycTaBax
JIMHHBIX TPYyO4acThIX KOCTEH.

B craree mpencraBieH COOCTBEHHBIM Cclaydyald Ha-
OnrofieHUsT 32 PeOCHKOM C axXOHJApOIJIa3uei, KOTOPBIH
3aKOHYMWJICS JIETAJIBHBIM HMCXOJOM. MalbuuK pOJUICS
MpeXIeBPEeMEHHO Ha 35-0i Heaene TecTaluu ¢ MacCou
tena 2460 1, nnuHo# Tena — 36 cMm. [Ipu BHEemHEM ocMo-
Tpe y peOeHKa omnpejeaeHbl (EHOTUIIHYECKHUE MPU3HA-
ku axoHaporuasuu Ilappo. CocTossHMe Malnpuuka HpH
POXKACHUM M HAa NMPOTSHKEHHWM BCeil JKM3HHU pacleHHUBa-
JIOCh KaK TSKEJIO0€ 3a CYET MPOSBICHUS CUHIPOMA MOJIH-
OpraHHO# HEJIOCTaTOYHOCTH Ha (OHE TUIOIUIA3UHU JeT-
KHX ¥ THAporedatnu ¢ MOCTENEeHHON JeKOMIEH cauel
KU3HEHO BAXHUX (PYHKIMH, 4TO MPUBEINIO K JETAIBHOMY
ucxony B Bo3zmacte 1 mecsma 24 nueid. [lpu mpenarans-
HOM CKPHHHHTE Yy MaTepH YyCTAaHOBJIEHBI CHHIKCHHBIC
YPOBHU [-XOPHOHHYECKOTO T'OHAJAOTPONHHA YeJIOBEKa
Ha 10-0if Hemene OepeMEHHOCTH U O-(ETOMPOTEHHA —
Ha 17-0if Henene OEPEMEHHOCTH; MPHU YIbTPA3BYKOBOM
UCClIeJOBAHUH JMAarHOCTUPOBAHBI MHOXXECTBEHHBIC I10-
POKM pa3BUTHS ONMOPHO-ABUTATENbHON cHcTeMbl. bepe-
MEHHas OT MPOBEJCHUS HMHBA3UBHOTO HCCIENOBAHUSA H
npepbiBaHus OCEPEeMEHHOCTH Ha BCEX dTamax obclienoBa-
HUSl U KOHCYJBTUPOBAHMS OTKa3alach. MeIHKO-TeHEeTH-
yeckoe oOcliejoBaHHe peOCHKa HE MPOBEICHO B CBS3M
CO 3HAYUTENIbHBIM HapylIeHuEeM o01ero coctosinus. O0-
CyXKJeHa HeOOXOIMMOCTh OKa3aHUs HEOHATaJIbHON Tal-
JUATUBHOM TMOMOIIM HOBOPOKACHHBIM IETSIM C KPUTH-
YECKUMHU BPOXKIECHHBIMU MOPOKAMH Pa3BUTHUA.

KawueBbie cjoBa; axomapomnasus Ilappo;
BPOKACHHBIE MOPOKHM PA3BUTHUS; ONOPHO-ABUTATENbHAS
crucTeMa; majyIMaTUBHAS TOMOIIb.

monogenic disease from the group of osteochondroplasia
with defects of tubular bones and axial skeleton
characterized by autosomal-dominant type of heredity
with complete penetrance. Occurrence of the disease
in the world is 0,4:10000, and in European population
— 2:10000 of neonates. In 99% cases achondroplasia is
caused by mutations of G380R gene FGFR3, located on
a short arm of the fourth chromosome (locus 4p16.3).
Missense mutations in FGFR3 gene are the most frequent
associated with changes of glycine into arginine in the
protein coding the receptor of fibroblast growth factor
responsible for proliferation of cartilages in joints of the
long bones.

The article presents the original case of observation
of a child with achondroplasia with lethal outcome. The
boy was born preterm on the 35th week of pregnancy
with 2460 g of body weight, and body length was 36
cm. Physical examination determined the phenotypic
signs of Parrot achondroplasia. The boy’s condition
at birth and during his life was assessed as severe due
to manifestation of multiple organ failure syndrome
against the ground of lung hypoplasia and hydrocephaly
with gradual decompensation of vital functions resulting
in lethal outcome at the age of 1 month and 24 days.
Prenatal screening determined maternal decreased
levels of B-chorial human gonadotropin on the 10th
week of gestation and a-fetoprotein — on the 17th week
of gestation; ultrasound examination diagnosed multiple
developmental defects of the muscular-skeletal system.
The woman refused from invasive examination and
interruption of pregnancy at all the stages of examination
and consulting. Medical-genetic examination of the
child was not performed due to considerable severity
of disorders of his general condition. The necessity to
give neonatal palliative care to neonates with critical
congenital developmental defects has been discussed.

Key words: Parrot Achondroplasia; Congenital
Developmental Defects; Muscular-Skeletal System;
Palliative Care.
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